A 48-year-old woman was seen on neurology consultation at Baystate Medical Center for gait instability and abnormal CT scan of the brain. She had a medical history of stroke 5 years prior consisting of left-sided weakness with no residual symptoms. Her history also included seizures in the remote past, migraine without aura, and depression. Neurologic examination was notable for evidence of cognitive impairment, dysarthric speech, and brisk reflexes.
MRI of the brain was obtained. There was diffuse white matter abnormality consisting of hyperintensity on T 2 and fluid-attenuated inversion-recovery (FLAIR) imaging and cystic changes (figure A). The findings were suggestive of cerebral autosomal-dominant arteriopathy with subcortical infarcts and leukoencephalopathy (CADASIL). 1 A skin biopsy showed the characteristic granular deposits in the basal lamina of a small blood vessel on electron microscopy (figure B). 2 She was later found to have a Notch3 gene mutation.
